Ataxia-telangiectasia is a familial syndrome which gradually unfolds during early childhood. It is characterized by progressive cerebellar ataxia, symmetrical telangiectasia, frequent respiratory infections, delayed physical but normal mental development and quite often a dry skin with cafe-au-lait spots. The first published case by Louis-Bar (1941) was followed by fuller and welldocumented reports by Boder and Sedgwick (1957, 1958) , Centerwall and Miller (1958) and Ford (1960) , and leave no doubt that this is a clinical entity of which more than 80 cases are now known (E. Boder, personal communication, 1962) .
A further case history of this condition is reported, which presented in an unusual way and in which investigations not previously reported have been carried out.
Case History A boy, born in May 1957, first presented at the age of 2 years and 2 months with the story that 'he was not steady on his feet and backward in his speech'. The pregnancy and birth were normal and the immediate neonatal period was free from anoxia or jaundice. A squint which has persisted was noted at this time.
Progress was apparently normal during the first year. He sat alone at 6 months, stood at 9 months and walked unaided at 1 year. From this time his gait was said by his parents to be 'unsteady and trembling' with frequent falls. First recognizable words were noted at 19 months, but were never distinct.
When first seen he was obviously ataxic with a marked intention tremor of his hands and titubation of his head. He had a latent nystagmus, particularly on abduction, with a left internal strabismus. The fundi were normal. The tone and reflexes were considered normal and, although difficult to test, there was no gross abnormality of sensation. The skull was dolichocephalic and on palpation revealed marked heaping of the sagittal and coronal sutures. The impression was that in addition to his physical handicap he was also mentally backward. A clinical diagnosis of craniostenosis with congenital cerebellar ataxia was made. A skull radiograph confirmed the craniostenosis and surgery was performed on July 22, 1959 (Mr. Harvey Jackson) for separation of the sagittal and coronal sutures.
His progress for the next year was considered to be good by both parents and doctors. His speech became more distinct but never clear, and his vocabulary developed normally. His gait became steadier, he did not fall so often, and he could manipulate his toys with considerable facility, although the tremor was always present. He even managed to feed himself with some difficulty.
During the first few months of 1961 a deterioration was noted. His gait became more awkward, he could not climb on to chairs and, most alarming to the parents, he could not raise himself from the lying to the sitting position. His speech during this period became more dysarthric.
On examination he was a timid but happy little boy, with perhaps some emotional lability and mental retardation. His face was held somewhat rigid with a slow smile and stereotype laughing and crying. His speech was moderately dysarthric, there was titubation of the head, intention tremor of the hands with an inconstant tremor at rest. The skull circumference was 201 in.
(51-4 cm.). The limbs were held semiflexed, and in the arms there was minimal wasting of the proximal muscles. All limbs were hypotonic, but especially in the legs full extension was limited with a cog-wheel type rigidity. Reflexes were normal. Although interpretation was difficult, it was considered that there was weakness in all muscle groups, particularly in the arms. He was barely able to feed himself and was occasionally doubly incontinent, whereas before he had been clean apart from wetting at night (Fig. 1) .
It was then that the telangiectasia was first noted on the cheeks, the backs of the hands and the knees. Since this time there has been no further deterioration in the neurological signs, the telangiectasia has become more obvious and now includes the ears and bulbar conjunctivae. Throughout he has not been subject to excessive respiratory illnesses.
Investigations. As in all previous communications, these have been for the most part uninformative.
Routine blood tests, Wassermann and Kahn reaction, urine and urinary amino acids, serum proteins, phosphorus, creatinine and amine copper oxidase, C.S.F., E.E.G., E.C.G. and radiographs of the spine, chest and sinuses were all normal.
Radiograph of skull confirmed the craniostenosis (Fig. 2) Ataxia is not a feature of the neurological complications of craniostenosis and indeed when first seen was not thought to be a factor in the symp- tomatology. The improvement following surgery may well have been a reflection of the increase in motor skills usual at this age and thus tending to mask the gradual increase in the ataxia.
Boder and Sedgwick investigated the possibility of an abnormality in heavy metal metabolism, as in Wilson's disease. They found serum iron and copper and urinary lead to be normal. It was thought worth while to extend this to cover mercury and magnesium, as poisoning with these metals produces ataxia, and both were normal. A muscle biopsy was done because of the significant and rapid onset of muscle weakness and minimal wasting with early contracture noted during the 'relapse' phase. These features have not been reported previously and microscopy indicates that there is a neuromuscular component to this syndrome. The serum aldolase which is raised in some muscular dystrophies was also normal. The possibility that the central and peripheral nerve lesions might be related to an abnormality of cholinesterase and related enzymes was investigated with negative results.
The exact aetiology remains obscure, but one is not unmindful of similar changes that develop in carcinomatous neuromyopathy in adults, which are presumably metabolic in origin (Brain and Henson, 1958) . Summary A case of ataxia-telangiectasia is reported. An unusual feature was associated craniostenosis. Abnormal findings of a muscle biopsy are reported. Serum estimations of mercury and magnesium were found to be normal as was the serum aldolase, creatine phosphokinase and cholinesterase time.
